Ultrasound examination of the liver and biliary tree, ECG, echocardiography, chest radiographs and CSF were normal. EEG showed slow waves in the temporal regions. EMG and nerve conduction velocity suggested a mild demyelinating sensory-motor neuropathy. Latencies of brainstem acoustic evoked potentials were bilaterally increased but arm somatosensory evoked potentials were normal.
CT examination showed that the cerebellar white matter was diffusely hypodense with central areas of mild relative hyperdensity (fig) .
No modification was observed after contrast injection. Cerebellar folia were atrophic as well as frontotemporal cortex. The rest of the examination was unrevealing.
MRI was performed using a Philips Gyroscan imager, with a superconducting magnet operating at 1-5 tesla. A TI-weighted sequence showed two hypointense symmetrical lesions in cerebellar white matter (fig) and unremarkable supratentorial images. Intermediate and T2-weighted images revealed two ovoid cerebellar lesions with well-defined edges, in which a hyperintense core and a marked hypointense rim could be detected (fig). Focal hyperintensities were present in the mesencephalon and in the globus pallidus bilaterally. Some increased signal was also in evidence in the peritrigonal white matter.
At the end of the diagnostic workup the patient was put on oral chenodeoxycholic acid 250 mg three times a day.
Discussion
The demonstration that therapy with chenodeoxycholic acid can halt the progression of CTX and reverse some of the neurological The MR appearance of xanthomas has not been determined but it is probable that, as in other heterogenous brain lesions rich in sterols such as epidermoid cysts, the signal would vary from case to case, depending on the different proportions of components within each lesion (sterols, proteins, calcium)."
From a clinical point of view our observation confirms that in CTX a severe cerebellar degeneration can be asymptomatic, as already reported by Waterreus et al. 5 Very early onset, probably before birth, and subsequent functional adaptation could explain this apparent paradox. On the other hand, in our patient, the spastic tetraparesis could be due to involvement of the cerebral peduncles and parkinsonism, never reported so far in CTX, may have resulted from the involvement of both the substantia nigra and the pallidum.'2 MRI detects clinically relevant brain focal anomalies in CTX with a higher sensitivity than CT.'0 We suggest that MRI should become the investigation of choice in the neuroradiological assessment of CTX. We thank Dr G Salen, Dr U Salvolini and Professor C Fieschi for their support with this study.
